Inheritance:
X-linked 
Comments
The propositus, presented with clinical symptoms at day 2 of life and had a strong family history of multiple early neonatal deaths in males. PCR and direct sequencing using primer sequences of Matsuura et al. (1993) revealed an innocent polymorphism (L101F) (Tuchman and Plante, 1995) and a complex mutation consisting of deletions of A and G of nucleotides 813 and 814 respectively in exon 8 (the third nucleotide of codon 271 and the first nucleotide of codon 272) which were replaced by an insertion of C ( c.813 indel AG > C). The indel mutation caused a frame shift which resulted in a stop codon (TGA) occurring 17 amino acids downstream the first mutant codon. The frameshift also resulted in the 17 amino acid (DRRRKSGSRLSKVTRLQ) sequence being different from corresponding wild type sequence of the human OTC (EEEKKKRLQAFQGYQVT) (Hata et al., 1988) . The predicted amino acid sequence would result in a truncated protein of 287 amino acid (the wild type being 355 aa). (The mutation was named based on the cDNA sequence of the OTC precursor protein (Horwich et al., 1984) beginning from position 136 of the mRNA sequence Gen Bank Acc No. K02100 ie. the same numbering system used in HGMD).
